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Joe Ryan, NHGRI	
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Beta actin mRNA RefSeq	
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click 
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click 
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exon intron 

UCSC Gene details	
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UCSC RefSeq Gene details	



click 

1000 nt upstream of ADAM2 

UCSC RefSeq Gene details	
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UCSC Reverse orientation	
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UCSC Zoom out 3x	



UCSC Drag-and-zoom	



translated 
untranslated 

intron exon 

3’ 5’ 
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•   Common SNPs(135):  SNPs with ≥1% minor 
allele frequency (MAF), mapping only once to 
reference assembly. 
•   Flagged SNPs(135): SNPs < 1% MAF (or 
unknown), mapping only once to reference 
assembly, flagged in dbSNP as "clinically 
associated" -- not necessarily a risk allele. 
•   Mult. SNPs(135):  SNPs mapping in more than 
one place on reference assembly. 
•   All SNPs(135):  all SNPs from dbSNP mapping 
to reference assembly.  



NHGRI Current Topics in Genome Analysis 2012 
Week 3: Genome Browsers 

January 25, 2012 
Tyra Wolfsberg, Ph.D. 

14	



UCSC Common SNP Track	



UCSC SNP Track details	
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Green: coding-
synonymous 
Red: coding-
nonsynonymous 
Black: other SNPs 

UCSC SNP Track	



non-
synonymous 

SNP 



NHGRI Current Topics in Genome Analysis 2012 
Week 3: Genome Browsers 

January 25, 2012 
Tyra Wolfsberg, Ph.D. 

16	



ENCODE tracks	



ENCODE tracks	
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NCBI Entrez Protein	



UCSC BLAT search	



http://genome-preview.cse.ucsc.edu/	
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UCSC BLAT search	



UCSC BLAT search	
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browser position chr22:38496887-39496866!
browser hide cytoBand!
browser hide stsMap!
browser hide gap!
browser hide clonePos!
browser full refGene!
browser dense mrna!
track name="scale" description="our peak"!
chr22 38996887 38996888 peak!
track name="Microsatellites" description="Microsatellites" color=0,128,0!
chr22 38627059 38627060 D22S276!
chr22 39005417 39005418 D22S307!
track name="Genotyped SNPs" description="Genotyped SNPs" color=0,0,255!
chr22 38518342 38518343 ss146131!
chr22 38705963 38705964 ss2941443!
chr22 38884157 38884158 ss141110!
chr22 39171390 39171391 ss22916!
chr22 39438769 39438770 ss1479794!
track name="Upcoming SNPs" description="Upcoming SNPs" color=0,128,192!
chr22 38615712 38615713 ss86855!
chr22 38804838 38804839 ss85533!
chr22 39077895 39077896 ss141190!
chr22 39305065 39305066 ss137027	
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UCSC Custom Tracks	
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UCSC Table Browser: 
200 nt upstream of 
each RefSeq gene	
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click 
Ensembl BLAST search	
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click 

Ensembl BLAST search	



100% identity over 
100% of the query 
length 

Query 
Start  End 
1  20 

% ID 
100.00 
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Ensembl Location tab: 
Region in detail	



translated exon 
untranslated exon 

Genes 
Genes 

click 

Ensembl Location tab: 
Configure page	
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Ensembl Location tab: 
Region in detail with 

additional features	


click 

Ensembl Location tab: 
Region in detail after 

navigation	
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Ensembl Variation tab: 
Summary	



Ensembl Variation tab: 
Genomic context 

Population genetics	
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Ensembl Location tab: 
Region in detail	



click 
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Ensembl Gene tab: 
Gene summary	



click 

Ensembl Gene tab: 
Orthologues 

click 
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Ensembl Gene tab: 
Variation Image 
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Ensembl Transcript tab: 
Transcript summary 

click 

Ensembl Transcript tab: 
Supporting evidence 

click 
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Ensembl Transcript tab: 
Protein sequence 

click 

Ensembl archive 
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Ensembl BLAST search 
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Ensembl BLAST search 
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Ensembl BioMart 
Get genomic coordinates, 

gene name, and RefSeq 
accessions for a list of 

ENSEMBL gene 
identifiers 

Step 1: 
Select  Dataset 

Step 2: 
Select Filters (input) 

Step 3: 
Select Attributes (output) 

click 

Ensembl BioMart 
Get genomic coordinates, 

gene name, and RefSeq 
accessions for a list of 

ENSEMBL gene 
identifiers 
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Ensembl BioMart 
Get genomic coordinates, 

gene name, and RefSeq 
accessions for a list of 

ENSEMBL gene 
identifiers 

Ensembl BioMart: 
Get predicted human 

orthologs for list of 
ENSEMBL gene 

identifiers 
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Map Viewer query page 	
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click 

Map Viewer results page 	



Map Viewer default view	
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Map Viewer Maps & Options	
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NCBI: Entrez Gene	
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NCBI: Entrez Gene	



NCBI: OMIM	
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NCBI: HomoloGene (hm)	
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m
aster m

ap 

translated exon 
untranslated exon 

intron 

exon 

transcription 

Map Viewer zoomed-in view 
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Map Viewer SNP map	



click 

L: Locus 
T: Transcript 
C: Coding region 

NCBI: dbSNP	
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